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tal Capital Medical University/Beijing Maternal and Child Health Care Hospital , Beijing 100026 ,China)
[Abstract] Objective To determinate the prenatal screening of mutations of the major deafness gene GJB2 in
healthy
Han pregnant women as the research subjects. 9 loci of GJB2.GJB3,SLC26A4 and mitochondrial2S rRNA were de-
tected by the DNA microarray analysis. The direct DNA sequencing was used for detecting the GJB2 mutation situa-

Han pregnant women. Methods The gene DNA extraction and amplification was performed in 475 healthy

tion, Results The deafness gene microarray analysis showed six types of pathogenic mutations in 15 research sub-
jects,including 14 cases of heterozygous mutation;3 frameshift mutations in GJB2 gene,non-mutation was detected in
176-191 del 16,235del C and 299-300del AT,35del G;2 missense mutations in SLC26 A4 gene,2168A>>G and IVS7-
2A>G;1 case of mitochondrial2S rRNA 1555A>G homozygotic type mutation was detected out. The whole GJB2
coding region was detected by the direct DNA sequencing, including 4 kinds of detected pathogenic mutation 176-
191del 16,235del C, 299-300del AT and 109G> A, 4 kinds of polymorphism 79G> A, 341A> G, 478A> G and
608T>C and 4 kinds of non-classification mutationl1G>A,187G>T,372G> A and 558G> A. Among them, 211
subjects carried at least 1 kind of GJB2 mutation, accounting for 44. 4% of the detected total number. Conclusion
This research is conducive to screening analysis of prenatal deafness gene mutation and assisted genetic counselling
for hereditary hearing loss.

inherited deafness
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[79G>A/79G>A]+ [2168A>G/wt]+[79G>A/
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-2 2072 26 1.25 0.82~1.83 Han %06
-3 1 256 11 0. 88 0.44~1.56 Shin 4§[2]
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Ze B TR RIS A 0. 84 %, Kyt 1 4 176-191del 16 58
A5, Hoh 2 A R RAE  JRARARER 0. 210,

FENLAEH 109G> A st & NSHI 4 ek — HAFTE S
W, Kelly 78 1998 4FE 1 ¥ 4RiE 109G>A 2 NSHI iy 5 £ 5
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2.95%(28/950),10 ] Jg 2 4 FI 5 48, 9 fi] Sk 4l A HI 5 A8, 19

MR AR E A P )G S BT R A DL LA 55— R T 3 e i R A7
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